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dbSNP Summary 
How To Submit 
Genome SNP RFA 
FAQ 

RefSNP Summary Info 
FTP SERVER 
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B&st SNP 
Submission Form 



Majfo Search 
BvHSubmrtter 
New Batches 
Method 
Pffdulation 
Publication 
B^4jene Name 
CFtromosome Report 



SNP Details 



SNP : 

Handle j local_snp_id : 



FGU-CBT | SKB.2K.1.1 



NCBI Assay Idtss*) : 869704 
Reference SNP Id(rs#) : 695fl71 

STS Information: Not submitted 



From SUP Database: 



Submitter Handle: Fnu-caT 

Submitter Batch 10: SKB.2K.1 

Release Date: Aug 2 2000 2:53PM 

Molecular type: Genomic 

No. of Chromosomes sampled: 21S 

Synonym defined: 

Organism: Homo sapiens 

Popu 1 a t i on : IMP POP 

Submitter Method ID: SCA2-SNP 
Citation: 

Single Nucleotide Polymorphism in SCA2 Gene. 



Viow ciration details 



NCBZ Assay ID: 
Submitter SNP ID: 
Synonyms : 
LOCUSID: 

Submitter STS ID: 
STS Accession: 
GenBa^iK Accession: 
Gene Name: 
Length : 



869704 
SKB.2K.1.1 

6311 

not available 

U7Q323 , . 

Human ataxin-2 gene/ Spinocerebellar ataxia 2 (SCA2 ) gene 

459 



Flanking Sequence Information: 
5' Assay 



CTCCGCCTCA GACTGTTTTG GTAGCAACGG CAACGGCGGC GGCCCGTTTC GGCCCGGCTC 

CCGGCGGCTC CTTGGTCTCG GCGGGCCTCC CCGCCCCTTC GTCGTC 

Observed: G/C 

3' Assay: TCCTTCTCCC CCTCGCCAGC CCGGGCGCCC CTCCGGCCGC GCCAACCCCC GCCTCCCCGC 

TCGGCGCCCG TGCGTCCCCG CCGCGTTCCG GCGTCTCCTT GGCGCGCCCG GCTCCCGGCT 

GTCCCCCCCC GGCGTGCGAG CCGGTGTATG GGCCCCTCAC CATGTCGCT 

3* Flank: GAAGCCCCAG CAGCAGCAGC AGCAGCAGCA GCAACAGCAG CAGCAGCAAC AGCAGCAGCA 

GCAGCAGCAG CAGCCGCCGC CCGCGGCTCC CAATGTCCGC AAGCCCGGCG GCAGCGGCCT 

TCTAGCGTCG CCCGCCCCCG CGCCTTCGCC GTCCTCGTCC TCGGTCTCCT CGTCCTCGGC 
CAC 



Allele Frequency Information: 
POP Batch Id: SKB.2K.1: 



Submit cer Handle: FCU-CBT 
Submitter Method ID: qcA2-SNP 
Ci tat ion : 

Single Nucleotide Polymorphism in SCA2 Gene. 



Handle) Popu lac ion ID : 

No. of Chromosomes Sampled: 



FGU-CBT | IHfl£fl£ 
215 



Figure 4 
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Allele: C = 0.293 / C = 0.707 
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Reference SNP Record 



NCBI SNP ID: rs695871 



GenBank: U70323 
LocusUnk: no link established 

Integrated Maps: under construction 



Mkrh Search 
Submitter 



New Batches 
Method 
PgBulation 
PlBlication 
BfeGene Name 
Chromosome Report 



Assay ID Handle | Local Submitter ID 
SS869704 FGU-CBT|SKB.2K.1.1 

Assay sample size (number of chromosomes) : 430 
Population data sample size (number of chromosomes) 
Total number of populations with frequency data: 1 
Total number of individuals with genotype data: 0 
Average estimated heterozygosity: 0.414 
Average Allele Frequency: 



Release Date 
Aug 2 2000 2:53PM 



C: 
G: 



0.293 
0.707 



|Vai[£ 

Marker displays Mendelian segregation: UNKNOWN 
PCR results confirmed in multiple reactions: YES 
Homozygotes detected in individual genotype data: UNKNOWN 
Insufficient genotype data to compute the goodness of fit to Hardy-Weinberg 
Insufficient data to compute individual x genotype consistency measures 
Validation status: under construction 
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dbSNP Summary 
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Genome SNP RFA 
FAQ 

RefSNP Summary Info 
FTP SERVER 
Database Schema 
Bl£§t SNP 
Suffimission Form 



Search 



Mgfh Search 

B>PSubmrtter 

N^w Batches 

Method 

Population 

Publication 

BfeGene Name 

5 3 

Chromosome Report 



Submitter Contact Details 



This batch's contact inf ormation : 

handle: PGU-CBT 

name: Shweta Choudhry 

fax: ♦91-11-7257471 

phone: ♦91-11-7416489 

email: 3hwecachoudhry9hotatail.com 

lab: Functional Genomics Unit 

institution: Centre for Biochemical Technology (CSIR) 

address: Delhi Univerity Campus, Kail Road, Delhi- 110007, India. 



Handle information for the lab: 

handle: PGU-CBT 

name: Prof. Samir K. Brahmachari 

fax: ♦91-11-7257471 

phone: ♦91-11-7416489 

email: skb4cbt . res . in 

lab: Functional Genomics Unit 

institution: Centre for Biochemical Technology (CSIR) , 

address: Delhi University Campus. Mall Road, Delhi- 110007, India. 
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dbSNP Summary 
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Genome SNP RFA 
FAQ 

RefSNP Summary Info 
FTP SERVER 
Database Schema 

edst SNP 

Submission Form 



SNP Population Details - 558 



Submitter Population Handle: FGU-CBT 
Submitter Population ID: INDPOP 
Population Text: 

Continent: Asia 
Nation: India 



View SNP used on ehis population 



Main Search 
BviSubmitter 
New Batches 
(fethod 
Population 
Publication 
By) Gene Name 
effromosome Report 
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RefSNP Summary Info 
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SNP Method Details - 564 



Submitter Method Handle: FCU-C3T 
Submitter Method ID: SCA2 -SNP 

Method Text: 

The region containing the SNP was PCR amplified using the primers SCA2-FP3 
(5' CTCCGCCTCAGACTCTTTTGGTAG 3*) and SCA2-RP3 (5* GTGGCCGAGGACGAGGAGAC 3*). 
Approximately lOOng of genomic DNA was amplified in a 50 ml reaction volume 
containing a final concentration of 5mM Tris. 25mM KC1. 0.75mM MgC12, 0.05% 
gelatin. 20pmol of each primer and 0 . 5U of Taq DNA polymerase. Samples were 
denatured at 94oC for 3 min followed by 35 cycles of denaturation (94oC, 
45sec). annealing <S2oC, 30sec) . extension (72oC. 45sec) and a final 
extension of 7 min at 72oC in a Perkin Elmer GeneAmp ?CR System 9600. The 
PCR product was purified- from band cut out of the agarose gel using QIAquick 
gel extraction kit (Qiagen) and was directly sequenced using dye terminator 
chemistry on an A3I Prism 377 automated DNA sequencer with the PCR primers. 

View SN? found using rhi*? mrrhrn1 



View gN'P with popular tn- rat* obcair.ge wich -his -p-^or: 
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SNP Publication Details 
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dbSNP Summary 
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RefSNP Summary Info 
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Majfo Search 
9^$ut?mitter 
N^gy Batches 
Method 



Ptlglicaticn 
B>M5ene Name 
Cfobrnosome Report 



SNP Publication Details 




Submitter Handle: FGU-CBT 

pmid: 

MEOUXD : 

TITLE: 

Single Nucleotide Polymorphism in SCA2 Gene, 
AUTHOR: 

CHOUDHRY,S. ; BRAHMACHARI , S . K . 
JOURNAL: 
VOLUME : 
SUPPL: 
ISSUE: 
I_SUPPL: 
PAGES : 

YEAR: 2000 

STATUS: 1- unpulished 



Search PubMed by author: 

CHOUOHRV . 3 . : BRAHMACHARI . S . K 



Viev SWP linked fr<? this pMbU icacion 





SNP Home 




hup: //www ncbi.nlm.nih.gov/SNP/snp_vi«wT«bl«.cgi7typ««pub&pub_ldaS44 
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Sr^P Record 



SNP Details 



SM 3 horns 

dbSNP Summary 

Hgrc Tq Submit 

Genome SNP RFA 
RefSNP Summary Infn 

FTP SERVER 
Drrtabffiffl Sshftma 

Submission Form 



Main Search 

Bv Submitter 

New Batches 

Method 

Chroiitasome Rennrl 



SNP i 

Handle) local_snp_ld : 
NCBI Assay Id(s3t) : 
Reference SNP Id(rs») : 



FGU-CBT | SKB.2K.1.2 
869705 



STS Information i Hot submitted 



Fro 



SNP D«tal>aa«t 



Submitter Handle: 
Submitter Batch 10: 
Release Date: 
Molecular type: 
No. of Chromosomes sampled 
Synonym defined: 
Organism : 
Population: 
Submitter Method 10: 
Citation : 



SKB.2K.1 
Aug 2 2000 
Genomic 
215 

Homo sapiens 

pro 



2:53PM 



SCA2-SMP 

Single Nucleotide Polymorphism in SCA2 Gene. 



NCBI Assay ID: 
Submitter SNP ID: 
Synonyms : 
LOCUSID: 

Submitter STS ID: 
STS Accession: 
GenBanK Accession: 
Gene Name: 
Length: 



869705 
SKB.2K.1.2 



not available 

Human ataxin-2 gene/ Spinocerebellar ataxia 2 (SCA2) gene 
459 



Flanking Sequence Information: 
5 ' Assay 



CTCCGCCTCA GACTC TCTTC GTAGCAACGG CAACGGCGGC GGCGCGTTTC GGCCCGGCTC 
CCGGCGGCTC CTTGGTCTCG GCGGGCCTCC CCGCCCCTTC GTCGTCGTCC TTCTCCCCCT 
CGCCAGCCCG GGCGCCCCTC CGGCCGCGCC AACCCGCGCC TCCCCGCTCG GCGCCCG 



Observed: T/C 

3 • Assay: GCGTCCCCGC CGCGTTCCGG CGTCTCCTTG GCGCGCCCGG CTCCCGGCTG TCCCCGCCCG " 
GCGTGCGAGC CGGTGTATGG GCCCCTCACC ATGTCGCT 

3' FlanJC: GAAGCCCCAG CAGCAGCAGC AGCAGCAGCA GCAACAGCAG CAGCAGCAAC AGCAGCAGCA 
GCAGCAGCAG CAGCCGCCGC CCGCGGCTGC CAATGTCCGC AAGCCCGGCG GCAGCGGCCT 
TCTAGCGTCG CCCGCCGCCG CGCCTTCGCC GTCCTCGTCC TCGGTCTCCT CGTCCTCGGC 
CAC 

All«l« Fr*qa«noy Xnlocmatlont 
POP Batch Id: SXB.2X.ls 



Submitter Handle: PQU-caT 
Submitter Method ID: GCA2-SMP 
Citation : 

Single Nucleotide Polymorphism in SCA2 Gene. 



Handle) PopulationIO: FGU-CBT jXfcULBQe 

No. of Chromosomes Sampled: 215 

Allele: C = 0.293 / T = 0.707 



Figure 
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How To Suhmrt 
Ggfwcnft SNP RFA| 

eaq 

RefSNP Summary Info 
FTP SERVER 
Dafabas« SchAc^ 
Blast SNP 
Submission Form 



Main Search 
By SMftrtter 

New Batches 
Method 

Chrofgosome Rgnott 



NCBI SNP ID: rs695872 
NC6I Resource Links 

GenBank: U 70323 
LocusUnk: no link established 

Integrated Maps: under construction 

Submitter records for this ID: 

Assay ID Handle | Local Submitter 10 
ss869705 FGU-C8T]SKB2K. 1 2 



Variation Summary: 

Assay sample size (number of chromosomes) : 430 
Population data sample size (number of chromosomes) : 
Total number of populations with frequency data: 1 
Total number of individuals with genotype data: 0 
Average estimated heterozygosity: 0.414 
Average Allele Frequency: 



Release Date 
Aug 2 2000 253PM 



a 

T. 



0293 
0.707 



Validation Summary: 



Marker displays MendeEan segregation: UNKNOWN 

PCR results confirmed in multiple reactions: YES 

Homozygotes detected in individual genotype data: UNKNOWN 

Insufficient genotype data to compute the goodness of fit to Hardy-Wainberg 

Insufficient data to compute individual x genotype consistency measures 

Validation status: under construction 
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SNP Publication Details 



SMPMome 

flbSNP Summary 

hovy Tq Submit 

Genome SNPffFA 

RefSNP Summary Infr, 

HP SERVER 
Database Schema 

BfertSNP 
Submission Form 



Submitter Handle: FGU-CBT 

pmid: 

MEDUID: 

TITLE: 

Single Nucleotide Polymorphism in SCA2 Gene. 
AUTHOR: 

CHOUCHRY,S.; BRAHMACHARI , S . K. 
JOURNAL : 
VOLUME: 
SUPPL: 
ISSUE: 
I_SUPPL: 
PAGES: 

YEAR: 2000 
STATUS: 1- unpulished 



Ma,in Search 
6v Submitter 
New Batches 
Metfxxj 
Popuratjoq 

gy ggfte Nam 3 : 
Chfonpwmff RrmrT 



Search PubMed by author: 
CHflUPHftY. 6. ? ^PAHMACHAaT .g-r. 



VLau <?hp link**! to trhl* ouhitc^tr^ 
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SNP Population Details - 558 



dDSNP Sufrrnary 
Mow To Submit 



FAQ 

RefSNP StJTTvrarv Info 

pt? SERVER 

Database Sehom* 

Blast SNP 
Submission Form 



Submitter Population Handle: 
Submitter Population ID: 
Population Text: 

Continent: Asia 
Nation: India 



FCU-CBT 
INDPOP 



Main Search 
Bv Submitter 

Method 

Po captation 

P.ib^irn 

Pv Gey NamP 

Chromosome Rgnnit 
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SNP Method Details - 564 



SNP Hare 

dbSNP Summary 

HowToSuftntt 

Genome SNP RFA, 
FAQ 

RefSNP Stirrnw >nfn 
FTP SERVER, 
Database Schern^ 
«m*SNP 

Submission Form 



Main Search 

New Batches 
Method 

Population 

Chromosome Report 



Submitter Method Handle: FGU-C8T 
Submitter Method ID: SCA2-SN? 
Method Text: 

The region containing the SNP was PCR amplified using the primers SCA2-FP3 
(5* CTC CGC CTC AGACTGTTTTGGT AG 3') and SCA2-RP3 (5* GT G GC C GAGGAC GAG GAG AC 3*). 
Approximately lOOng of genomic DNA was amplified in a SO ml reaction volume 
containing a final concentration of 5mH Tris, 25mH KCl, 0.75mM MgCl2, 0.05% 
gelatin, 20pmai of each primer and O.SU* of Taq DNA polymerase. Samples were 
denatured at 94oC for 3 min followed by 3 5 cycles of denaturation (94oC, 
45sec) , annealing (52oC. 30sec) , extension (72oC, 45sec) and a final 
extension of 7 min at 72oC in a Perkin Elmer GeneAmp PCR System 9600. The 
PCR product was purified from band cut out of the agarose gel using QIAquick 
gel extraction kit (Qiagen) and was directly sequenced using dye terminator 
chemistry on an ABI Prism 377 automated DNA sequencer with the PCR primers. 
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Submitter Contact Details 



STPHDme 

dbSNP SufTmafy 
How To Submit 
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RefSNP fiufmafv trfri 

PTF SERVER 
Database Schema 
BastSNP 
Submission Form 



gy Setter 

New Batches 

Metfrocj 

Population 

Chromosome ffepgrt 



This batch's contact information: 

handle: FGU-CBT 

name: Shweta Choudhry 

fax: ♦91-11-7257471 

phone: ♦91-11-7416489 

email: ahw«tachoudhry9hotmail.com 

lab: Functional Genomics Unit 

institution: Centre for Biochemical Technology (CSIR) 

address: Delhi Univerity Campus, Mall Road, Delhi- 



110007, India. 



Handle information for the lab: 



handle: 

name: 

fax: 

phone: 

email: 

lab: 

institut 
address: 



FGU-CBT 

Prof. Samir K. Brahmachari 
♦91-11-7257471 
♦91-11-7416489 
skbScbt. res. in 
Functional Genomics Unit 
Centre for Biochemical Technology (CSIR), 

Delhi University Campus, Mall Road, Delhi- 110007, India. 
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5Mucteotide 



Search [Nudeocide ^ ^ | for j 



Limits 



Index 



History 



Ctipooara 



DispUy IfDrfMlU v: ; :^-»| Vicwai fTSML v ^jfcl »1 fs^c] [ Add ID OptoST) □ Hide Brief and Unkflar 



□ 1: GI = '* 1679683" [GcnBank] Human auxin-2 (SOU) mRNA_ 



PubMed. Protein. Related Sequences. Taxonomy. CMIM. L.nkOut 



LOCUS 

DEFINITION 

ACCESSION 

VERSION 

KEYWORDS 

SOURCE 

ORGANISM 



REFERJE34C& 
AUTHORS 



ti-kJe 

JOCrt6*AL 
MEDfilNB 
REFERENCE 
AUTHORS 
TITLE 
JOgRNAI. 

FEATURES 

Source 



HSO70323 4481 bp 

Human ataxin-2 (SCA2) 
070323 

U70323.1 GI.-1679683 



mRNA PRI 
mRNA, complete cda . 



20-WOV-1996 



BASE COUNT 



human. 

Euxaxyota; Ketazoa; Chordae*; Crania ta; Vertebfata; Euteleostomi; 
Mammalia; Sutharia; Primates; Catarrhini; Hominidae; Homo. 

1 (bases 1 Co 4481) 

Pulst,S.-M., Nochiporuk . A . . Nechiporuk,T. . Gispert.S., Chen,X.-N., 
Lopes-Cendes, I. , Pearlman.S., Starkman,S., Oroxco-Diax ,G. , 
Lunkes.A., DeJong.P.. Rouleau, G. A. , Auburger,G. . Korenberg, J.R. , 
Flguaroa.C. and Sahba.S. 

Moderate expansion of a normally biallelic trinucleotide repeat in 
spinocerebellar ataxia type 2 
Nature Genet. 14 (3), 269-276 (1996) 

2 (baaea 1 to 4481) 
Pulst.S.-M- 
Oirect Submission 

Submitted (10-SKP-1996) Medicine. Cedaxa-Sinai . 8700 Beverly Blvd.. 
Los Angeles. CA 90048, USA 

Location/Qualifiers 

1..4481 

/ organ i am* • Homo sapiens" 
/ db.xr e £ - • taxon : 9 6 0 6 • 
/ chromosome* • 1 2 • 
/mep-*12q24.1* 
163. .4101 
/gene«*SCA2 # 
163. .4101 
/gene«*SCA2* 

/atandard_name« a spinocerebellar ataxia type 2* 

/ codon_s tar t ■ 1 

/ product « * a tax in - 2 * 

/ pro tain id- * AA5 1 ? 2 1 Z . • 

/db„xref-"GX: 1679684* 

/ translation- 'KRSAAAAPRSPAVATESRRFAAARWPCVRSLQRPARRSCRGGGC 
AAPGPYPSAAPPPPGPGPPPSRQSSPPSASIX:Pt5SHGlXX^FRPGSRRLI^G^ 
PFVVVLLPtASPGAPPAAPTRASPLGARAS PPRSGVSLARPAPGCPRPACEPVYGPLT 



SSSSATAPSSVVAATSGGGRPGI^RGRNSNICGLPOSTISFDGZYANKRXVKILTSVVC 

S10CEVO^/KllCCIYTCvTKTYSP1GCDX.vtJlAAH 

VVVOFTOCJSSYAJWBAiTOSAISAKVNCE^ 

NGWDPNSKrRYNSZNYGWSTYDSSX^SYTVTLSR»SEEFZJCR ESS 

AOYTCARVAL^NODRSEEEJCrTAVORNSSBRRGHSINm 

RQNSPRMGQPGSCSMTSRSTSKTSDFNTCSCSX^RVVMGGV^^ 

QSGPNSI.PPRAATPTRPPSRPPSRPSRPPSHPSAffCSPAPVSTH7IUuXSSBGPPRMSP 

KAORHPRNHRVSAGRGSISSGI^FVSHNPPSSAATPPVARTSPSGGTWSSVVSGVPRL 

SPKTHRPRSPRQNSICin^SCPVlJLSPOACIIPT^VAMPIPAASPTPASPASNRA^ 

PSSEAKDSRX4DQR0NSPAClf1EENXK?N8TSPSPSKA£NKGXSPW 

FKNDFTU^PSSTSESHDQIXNKNRIKEXSRi3LIia3K«^ 

KPNSPSISPSILSNTEWCRCPEVTSCCVOTSSPACXQEia^ 

PttAKE7NYRSFSQPKP$TTPTCPRPQAQPSPSMVGHCX}PT?VYTO 

VSP<^PLYPIPKTPMPVN0AJCTYRAVT»NMPO^RQOQKHQSAN 

PAYSTQYVAYS PQQFPWQ PLVQKVPWQSQHPnVYSPVIOGNARMMAPPTKAOPGLVS 
SSATQYGAHBOTKANYACPKLPYNlUrrSPSrYFAISTGSLAQQYAH PNATLHPKTPHP 
QPSATPTGQQQSOHGGSHPAPS PVQKKQHOAAQALHLASPQQOSAI YHAGLAPTPPSM 
TPASNTQSPQNSFPAAO^TVrrXHPSHVQPAYTNPPKKAifV^ 
APt«I-KTTaPPCCPO>AIJ*OSAI^PIPVSTrAH 
1144 a 1380 C 1014 q 943 t 
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